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No. BETNA Ver. i BAAA A VERLE ARE
1| BrEfERk 1 2022/6/21 HNE— | R %
2 | QD) MREEREEOLHEAOERE | 2 2023/4/1 HTHE ARER
3 | intron fEIRDZ T 3 2024/6/1 ME— | R
4 | FHEOLH 4 2025/4/1 HTE SRS
5
6
7
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B
T 7 AF > (Elastin ) & L<IE BEHRMEIL2 7 — 7 Uil 2 X2 %84 R D,
BESMAE AT Do U a4 VT ARG CTIIREBIRS EIRZEOAINZ VR, =5
AF BT (BELN) DSRET D, e BN ELN B—& {5179 & L CORBIRS - 5kese
FEGINFAET Do
AWAE T BN DX 37 a— R 7 v v L Z Ot D A7 T A ZAELHE % |
W — 7 = =TT L, BT SNZT LVBEE 0. 1%L O 30 7
MTOWTHET 5, E# Y — PRI S — 7 o —DF —Z OB LER B AT,
U H—ECL DXy TV = =TT 1T 9, 78, KEBURK - ffiA
D3 B —HERRBUE RS AEEEIZE L T, SR E COMENEHY — 8
BOWRMAR S —7 o —TIERER T2, WEFRE LRV, FHEESF A 71250 T
. N7 ha—F—THRHATEELDICE L TUEIHRET L2, NV T ha—F—
THRHTE oo b DI L TEHE Ly, 72 ERofEcNZ, FroofEmlk b i#
FriciBmns 5,

Bin14 position (hg38) HGVS. ¢

ELN chr7:74066017 c. 2272+20C>G (N\M_001278939. 2)
ELN chr7:74068787 c. %87delT (N\M_001278939. 2)
(1) BAEFE

g SEL L7277 L DNA 2B %38 2 BRARM SIS F O A <E =2 — N
Wy 2D A v harBREGENA TV EA =T ay HDHVITEESRER
MEYE (polymerase chain reaction %, PCRIEEWE) X VM L. Wiy —4
VY=L NIF Y BT Y — v U K DB FESIRE Z ATV, ARG
BIR O M E 2 — R 5> —7 3 v 7 TRt AlRe e R HHBLAE B oD
HWRBAN LD A A RS 5,

(2) EYEME KO EREAE
EEICHW SN TWD e R LY 77 L ARSI E OGS | IR B A R
DOHF L HET D,

(3) EREEICRIMELITI Z & & T OIREEDOHHA
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FrliZ7e L, AREIIREAMLZETIHOTIIH Y THA,

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B3 H LI

(5) HEZZRFETIHEITH o T, RERICHEETT ) WEREFTOLH
WEDEFETDH VD £H A,

6) BEDBERSM:
RIS TRE D B AJPCIRFUIZOW T L, AREOH LiIALOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0#% T~V AE T S -8 msy 1 A
(B e fRIEL M58 EDTA-2K (7213 Na) Hk7)

(8) BIEDHEEE
I ImL LA b 2R3 5.,

9) BEDORESRM
BRI 1%, MR I M 72 IR R T 5.

(10) BiEDRHESAE
F2 (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBI UC, ARG ), REAOBRICRET S22 FAIET 5,

(11) MEEKEER OCBRED Z7 NV OFEHEH
BRARAEST Z ~UZIXEA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- [EA4{k 1D
- WETOMEHE (REA, BAo— FES. BRI
- [P RO TE
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Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA LT D,
TRBLAEZA IR TR0 T, BRI e R A 2T

(13) HREB/HHE
7L

(14) MEDOBH Lidk, BEWEHE
NSMENEANDT S DNABFZERT  Bia A= (07 B FRES)
T292-0818 THERARMHHNT S8E 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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